FRERESERFFERERREPMAR (2019 BB SEHF )
01 ~ EEER/AHRAHEY
0101 | MR PRIE Phenylketouria(PKU) 0112 |HHERN ZfiginiiE Methylmalonic acidemia (MMA)
0102 | = Hhme e Homocystinuria 0113 |2 XBEL M AE Isovaleric academia (TVA)
0103 |11 = Bs A I E Hereditary tyrosinemia 0114 |FABEEMmIE Propionic acidemia (PA)
0104 |= P wRpzRL I iE Methionine adenosyltransferase deficiency ,MET 0115 |[X=R&ImE » 5— ~ — 1Y Glutaric aciduria type I, II
0105 [HRGEFR = Maple syrup urine disease (MSUD) 0116 | R Ca 2E 3-Hydroxy-3-methyl-glutaric acidemia
0106 |7 Fle 4= el e Nonketotic hyperglycinemia 0117 |[=HEE T HEHEE A B(EBEEH=E 3-Methylcrotony-CoA carboxylase deficiency
0107 |Whhism Cystinosis 0118 |Z &ML EEEER = E (EWERE=ZM) |Multiple carboxylase deficiency
0108 [ZEHRFRIE- MU S FEMEISH = fE |(Phenylketonuria)-(Tetrahydrobiopterin deficiency) | 0119 |25 Bl M Hyperprolinemia
0110 (S AR mE Hyperlysinemia 0120 5% L-Hr BB S AR F A e = I Aromatic L-amino acid decarboxylase deficiency
0111 |fRER s Histidizernia 0121 |7 467~ e EBFGBENEBA fE Co € 2 [ O i = Dot (et nalonic Acduria and
02 - REEBHAHEE
0201 |J\HERE ITURE Citrullinemia 0204 |1EHET —REIE ZH = E Argininosuccinic aciduria
0202 | R S RAEE MIBRBUE S | Omithine transcarbamylase deficiency 0205 (R 7 L LR AR O perammonemi
0203 |ZEnws s & R hath = iE Nitroacetylglutamate synthetase deficiency (NAG) | 0206 [#&iz T —BsEEERL= i Argininosuccinic Aciduria
03 ~ A UEHEE
0301 |FFEEEEFEIE (type I~type IV)  |Glycogen storage disease (type I~type IV) 0320 |BEAEEE Mucolipidosis
0302 |BEZEEESE (type I ~ type VI) Mucopolysaccharidoses(type T ~ type VI) 0321 |FEMr R IE 7 R BT ER)
0303 |[EET|EKE Gaucher's disease 0322 AR L EHh= MEE A EEEE Carbohydrate-deficiencyglycoprotein syndrome
0304 |Fabry EC3E CGEATERESE) Fabry Disease 0323 | A Trimethylaminuria
0305 |[EEUCTIE Niemann-Pick Disease 0324 e R B IEEEEARNRE Congenital generalized Lipodystrophy
0306 | BERSHENE =S s = i Short-chain acyl-CoA dehydrogenase deficiency 0325 |F BEAERE IS = G RGRZAE g/i?iﬁ;;h;ﬁlciél)_mmzyme Adehydrogenase
0307 |B LIRS HE Adrenoleukodystrophy (ALD) 0326 | TEEL SN S ARER = fE Pyruvate dehydrogenase deficiency
0308 |AEHAL S B1E R @RS Fatty acid oxidation defect 0327 (HEHEE=E Cerebrotendinous Xanthomatosis
0309 |EatiEE RS LhBER= Sulfite oxidase deficiency 0328 |fii 0 e I B e A S ol Glut(Glucose Transport) 1 Deficiency Syndrome
0310 [EFEMERBERIHE, £EEFRE |[Fructose intolerance, hereditary 0329 |RnimEER S E R B Rhizomelic Chondrodysplasia Punctata (RCDP)
0311 S EE (BFEE)  |Fucosidosis 0330 | Z[& B i fE Sitosterolemia
0312 |EE M A= E Carnitine deficiency syndrome, primary 0331 |sHEERsEE = 5E Molybdenum cofactor deficiency
0313 |MLD fE{EEE Metachromatic Leukodystrophy (MLD) 0332 Y&k NekemE Hypophosphatasia
0314 |Hrégaasifs Mitochondrial defect 0333 |Ekalfmis 0 E B Globoid Cell Leukodystrophy
0315 |REE porphyria 0334 | IEIEEE Barth Syndrome




0316 |EFEARINVE Wilson's disease 0335 |Beta Wi #EBEE = IE Beta-Ketothiolase Deficiency
0317 |He k= 2B mE Congenital hyperlactic acidemia 0336 |88 Fe AL ANEFE T U RE AhEas = fiE Infantile form Lysosomal Acid Lipase Deficiency
0318 EE%?%%H%%? BT Persistent hyperinsulinemic hypoglycemia of infancy | 0337 |Z88 MERiRERERGER = fE Multiple Sulfatase Deficiency
0319 |FLMEAE Galactosemia 0338 |4 Y EBsG:=Z iE Biotinidase Deficiency

04 ~ JLafFTHEER T
0401 |[E&&M:Hhm s eI iE Primary Pulmonary hemosiderosis 0406 |Holt-Oram ECREfFEEE Holt-Oram Syndrome
0402 |J&E &M FhEIR = BRGE Primary Pulmonary Hypertensio,PPH 0407 %ﬁfg&;@ﬁ%ﬁ% _TE_ L‘ng_l ;ji};?ﬁf Andersen's syndrome
0403 |Alstrom EXFEIERE Alsrtom Syndrome 0408 | & B IR LR IE Asphyxiating thoracic dystrophy
0404 |FrEdtEEE HEIAREE{ L Idiopathic Infantile Arterial Calcification 0400 S KEPEEIR AT EIEERE Congenital Central Hypoventilation Syndrome
0405 |BEARAELEAL Cystic fibrosis

05 ~ JH{EZRHAH
0501|7152 S R Progrssiv nabepc cholesasis PFC D0 e el ol of Gl uptpts v et st Dl
0502 |Fo R MR RL & Rl Inbon errors of bile acid synthesis 0504 ([ EEVEERE ‘Alagille Syndrome

06 ~ JEPR ik am
0601 |BFRIEYER ARSE X-linked nephrogenicdiabetes insipidus 0604 |5 AR TSP RE Hypokalemia, familial
0602 |[MERHEEA KRR ERE | X-linked hypophosphatemic rickets 0605 | B SR EES T IEE R Autosomal recessive polycystic kidney disease
0603 |Lowe FCIE(REE Lowe sydrome 0606 |Bartter ECIE(ERE Bartter's syndrome

07 ~ FEE eGSR E

0701 | BEESINE R Moya moya disease 0720 |FhEE TR RS a8 RETEIE Neuronal ceroid lipofuscinosis
0702 |BiEEESE S &IE Agenesis of corpus callosum 0721 |Alexander B 5% Alexander disease
0703 |3585/MEE (R B {E7 8RR 1EE |Spinocerebellar ataxia 0722 | (B E=R Stiffperson syndrome
0704 | THEK SEFSE Huntington disease( 3 f# Huntington's chorea) 0723 |EgRehe e gt = JE Tyrosine hydroxylase deliciency
0705 |&EERMEELIE Tuberous sclerosis 0724 |Wolfram [EERE Wolfram syndrome > DIDMOAD
0706 |25 LIE Multiple sclerosis 0725 FEEPEEEET SR Hereditary spastic Paraplegia
0707 |Zellweger (CIEIEEE Zellweger syndrome 0726 |Joubert ECSEMERE (FIEM/NMEBREIZET2) Joubert syndrome
0708 |Eier B E R Rett syndrome 0727 |Pelizacus-Merzbacher EETT (1SR ERESTE LR )  |Pelizasus-Merzbacher Disease
0709 |58 ML A ZE4EE Spinal muscular atrophy 0728 [Hi#i e (B REEREMERL AZESEIE ) Kennedy Disease
0710 |Menkes ECHE(ERE Merkes disease 0729 |FRIEMERIEE %3 iﬁ?@fﬁz‘é Familial Amyloidotic Polyneuropathy
0711 |WZESHE 1A ZEE{LEGITEA) |Amyotrophic lateral sclerosis (ALS) 0730 |72 BBl i Be ik = e iR bR ;1?;222?;25&256, /;izc&ated
0712 |Charcot-Marie-Tooth ESHiE Charcot-Marie-Tooth Disease 0731 |Moebius fEEEE Moebius Syndrome




0715 |GM1/GM2 14 ETEHEEETEE  |GM1/GM2 gangliosidosis 0732 [McLeod JEfE#EE McLeod Syndrome
0714 |Lesch-Nyhan G EERE Lesch-Nyhan syndrome 0733 |Aicardi-Goutieres E{EEE Aicardi-Goutieres Syndrome
0715 |FBA RN ETRTRAE#EE  |Ataxia telangiectasia 0734 |/ fEHTE (=R Proteus Syndrome
0716 [HEREREZ T I Sialidosis 0735 |MECP2 &5 & fEliie gﬁtﬂf{} i hecHe. 2 Duplicalion
0717 |5 KM BUBNE & fif 48T |Congenital insensitivity to pain with anhidrosis 0736 |H&RD/NERAEFRE Cerebro-Costo-Mandibular Syndrome
0718 | T3 ELThAEFETRIE (=R Hypothalamic dysfunction syndrome 0737 |Dravet FE{EEE Dravet Syndrome
0719 |Miller Dieker fE{EEE Miller Dieker syndrome 0738 |H& B & B HIE Vanishing White Matter Disease
08 ~ FFFRE
0801 |BEMERR M KIRTE Hereditary epidermolysis bullosa 0809 |38 520 ST I a8 1 Infantile systemic hyalinosis
0802 |[E@ikAafiE (S8R #EEEY)  |Ichthyosis, lamellar recessive 0810 [Meleda B9 Meleda disease
0803 FMAESEIE A=A BIE Ectodermal Dysplasias 0811 |Darier 9% (EEEA{LAE) Darier's disease
0804 |EHEER Collodion baby 0812 |SexMEA{LA2E Dyskeratosis Congenita
0805 [BEEs i Harlequin ichthyosis 0813 | BT A bR s e om-epdemiol i Pmoplunt
0806 |ZKERYSLRA: B R AL B7iE |Bullous Congenital ichthyosiform erythoderma | 0814 [Netherton fEEERE Netherton Syndrome
0807 |EZESERNE Incontinentia pigmenti 0815 |foeRiEBE ATIE AEREE Giant Congenital Melanocytic Nevus
0808 (ARAR sz A ALIE Oculocutaneous albinism
09 - AlARE
0901 |EEHEAHAEEEN SIS mEEE Hereditary cyloplasmic body myopathy 0910 | B " AYAL AL E Becker Muscular Dystrophy(BMD)
0902 | BB HAZEYEIE Duchenne muscular dystrophy (DMD) 0911 |Freemam-Sheldon FKIFE{ERE Freemam-Sheldon syndrome
0903 (RIlHHLifh 2= Central core myopathy 0912 B BRI B E(EE 2A 2 - 55 2B A8 ~ 552D &)  |Limb-girdle muscular dystrophy(type 2A ~ 2B + 2D)
0904 |[Nemaline &5 B/ )75 588 Nemaline Rod Myopathy 0913 o R EE Congenital Muscular Dystrophy
0905 |Schwartz Jampel ECfEEEE Schwartz Jampel syndrome 0914 |23/ )Nl Z= ALy Multiminicore Disease
0906 [HILAASEELSE Myotonic dystrophy 0915 |Emery-Dreifuss fJl 5= E5E Emery-Dreifuss Muscular Dystrophy
0907 |Efth AR AZE4ETE 0916 |GNE zdisf/l s s GNE myopathy
0908 [/ N ypgids Myotubular myopathy 0917 |SEFEEEFR fEEEE Stormorken syndrome
0909 | /= RREALS=EEE Facioscapulohumeral muscular dystrophy
10 - BERE
1001 |RCEA2fE (BEiELE) Osteogenesis imperfecta 1008 [BREEEEE Spondyloepiphyseal Dysplasia(SED)
1002 [EE#EHEARSECNNASL  |Achondroplasia 1009 |HFHEIE Split-hand/ Split-foot malformation ( SHEM )
1003 [BEA{LE RELEE) Osteopetrosis 1010 |EMEvE SR 2 Pseudoachondroplastic dysplasia
1004 [HETTHEEBIEALE Fibrodysplasia Ossificans Progressiva 1011 |Conradi-Hunermann £XfE{EEE Conradi-Hunermann syndrome




1005 (RS EERIEE % Primary Paget disease 1012 (2 FHREE T~ 2E Multiple Epiphyseal Dysplasia
1006 HEHSFEEET Cleidocranial dysplasia 1013 (KR FEELIE Hypochendroplasia
1007 ﬁcégﬁﬁ?l FRAE(PRRF McCune Albright syndrome 1014 |5 R SAME R & Klippel-Feil Syndrome
1 EaaEmE
1101 [ERLEIE (iR ASE) Marfan syndrome 1103 |FeRéE4r4HE S E 55Uy Bhlers Danlos syndrome IV
1102 |EB OIS AEEEF(EEIRTR)  [Waardenburg syndrome 1104 | EEEZER Beals Syndrome
12 ~ AEMINRER T
1202 |EBEEMEE T Thalassemia major 1206 |FHE 22478 6 AT ZPRAE Paroxysmal Nocturnal Hemoglobinuria
1203 |- TIiE Thrombasthenia 1207 | SR M AT i KP4 P 1 2 1 Diamond Blackfan Anemia
1204 |FERESTFEAE CHZ4M |Homozygous proetin C deficiency 1208 | FHL Y M PR EEA I fE (R Atypical Hemolytic Uremic Syndrome
1205 | o 1-HUfR &8 O Mg = JE @ 1- Antitrypsin deficiency 1209 |[ZEAE S = 0E Protein S Deficiency
13 ~ BEHRR
1301 AP ESHEK (ERAEBRES IIE  [Bruton's agammaglobulinemia 1306 |ffifgR (D 8 Th=fE Complement Component 8 deficiency
1302 |[FE& 18 A iER Chronic primary granulomatous disease 1307 |IPEX fE(ERf IPEX Syndrome
1303 [FeRiEE Bk EE E fEEEE |Congenital Hyper IgE syndrome 1308 |SifafEskEH M EfERE Hyper-IeM Syndrome
1304 |Wiskott-Aldrich FGE{EEE Wiskatt-Aldrich Syndrome 1309 |y THEZEZEE | §14E Interferon 7 receptor 1 deficiency
1305 |BEE ST R EZiE Severe combined immunodeliciency 1310 |8 {84 0 & 17K HE Hereditary Angioedema
14 ~ WAIERA
1401 e RS EHREEE T4 (JEE4EE) |Congenital adrenal hypoplasia 1407 |Kenny-Caffey [CIEERE Kenny-Caffey syndrome
1402 |[BHEBIFR RIS A Psendohypoparathyroidism R B e
1403 |[E1&TF22 M = e Sl i e Homozygous familial hypercholesterolemia | 1409 | & IR P (R = HilE ACTH resistance
1404 | ZE M= FLEER E Familial hyperchylomicronemia 1410 |1 e -FR{LEEEL = SE(EEF 1 a -hydroxylase deficiency
1405 |FHARAOE (RAE) Acromegaly 1411 |Kallmann EIEIEEE Kallmann syndrome
1406 [Laron [CER{FAEMERS Laron syndrome (Laron dwarfism) 1412 |7k AN 4 SR bE R I Permanent Neonatal Diabetes Mellitus
15~ RIEF 4B ER
1501 (R4 ElREEE R Neurofibromatosis Type IT 1505 [Beckwith Wiedemann EGSiE(ERE Beckwith Wiedemann syndrome
1503 |5 48 B A R Retinoblastoma 1506 [HREME SEEHL AN 4 E Lymphangioleiomyomatosis(LAM)
1504 |FH4% R4 AT Neuroblastoma 1507 [3&EA{E-MEE (ERE Von Hippel-Lindau(VHL)
16 ~ SMEREE
1601 |BE{HRFRIE Apert syndrome 1615 |SafrfRieE [C 35 14 3R B R FATE (VNERNIE) Costello Syndrome
1602 |Crouzon [KIE{EE: Crouzon Syndrome 1616 |Fraser ECiE Fraser syndrome




1605 |EEZE-PHFERE Russell-Silver syndrome 1617 |FeRMER M R/ NE Blepharophimosis-Ptosis-Epicanthus Inversus Syndrome
1604 |Cornelia de Lange [CEEEf Cornelia de Lange syndrome 1618 |MREFETAE(RREE Kabuki make-up syndrome
1605 |X BEFTiE Fragile X syndrome 1619 |E-#i5-45 (Hb) fGE(REE Oto-Palato-Digital syndrome
1606 |CHARGE Hf-& 57 CHARGE association 1620 [Robinow FCiE{EEE Robinow Syndrome
1607 |Aarskog-Scott ECE(EEE Aarskog-Scott syndrome 1621 |Pfeiffer ECAE{RES Pfeiffer Syndrome
1608 |Smith-Lemli-Opitz JE{FEE Smith-Lemli-Opitz syndrome 1622 |f5 (k) EEEEfE(ER: Nail-Patella Syndrome
1609 |Bardet-Bied] ECE(REE Bardet-Bied] syndrome 1623 |CFC fE{REE Cardiofaciocutaneous Syndrome
1610 éfg;ln ;E;E % Eﬁ% RRERRE) Larsen syndrome 1624 |Peter-Plus JEEEE Peter-Plus Syndrome
1611 |FZEH4E%E EE Pierre Robin Syndrome 1625 |Nager SE{&RE Nager Syndrome
1612 [EEAI-Fal AT EC E (R BE Treacher Collins syndrome 1626 |Coffin-Siris E{EEE Coffin-Siris syndrome
1613 |53 30 IR IEE (B8 Multiple pterygium syndrome 1627 | B -RETEAE (R EE White-Sutton Syndrome
1614 |83 ECIE Noonan syndrome
17~ JrEREE
1701 a%gzﬂw%h E;}%gfﬁgjﬁg) Prader-Willi syndrome 1706 |Rubinstein-Taybi [ fE(ZES Rubinstein-Taybi syndrome
1702 [Angelman B IEEEE(EREETT(E) Angelman syndrome 1707 |Branchio-Oto-Renal fE{ERE Branchio-Oto-Renal Syndrome
1703 | BEHR G E Williams Syndrome 1708 ([Kleefstra FE(ZES Kleefstra Syndrome
1704 [DiGeorge's FEERE (KFEEERAE)  |DiGeoree's disease
18 ~ Et B AHER
1801 [HE=E%E Hutchinson Gilford progeria syndrome 1809 |5e R M AFARIBT . B HE A E (R Klippel-Trenaunay syndrome
1802 |Cockayne (%, (fiSlAR)ERERE |Cockayne syndrome 1810 & &M Mt i E TS TRE Hereditary Hemorrhagic Telangiectasia
1803 |"E%h S-SR R ECE(RRE Hallermann-Streiff syndrome 1811 |Stargardt’ s ESIE Stargardt’ s disease
1804 (52— FT —BIEIRET Tricho-hepato-enteric syndrome 1812 |Fe R M dr ] aniridia
1805 | KM KIEE(REE Congenital Varicella Syndrome 1813 |Kohlmeier-Degos 45&7E Kohlmeier-Degos Disease
1806 |ER AZYEEHE Werner Syndrome 1814 |FEEE M= DEERABIE Occult Macular Dystrophy
1808 |sE158EF A Bt HIEEE Campomelic dysplasia with autosomal sex reversal
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